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Agenda

● Summary of projects

● Discussion of Data
● Delivery
● Storage
● Processing

● Workflows
● Germline
● Tumor/Normal

● Future directions



  

Technology



  

Data

● Delivery
● Via USB/eSATA drive
● Data kept by CGI for 30 days after delivery



  

Breakdown of Data Sizes



  

Data

● Delivery
● Storage

● Sizes are LARGE
– 400GB per sample as delivered to CCR

● Should use 2-location backed-up storage
– Not trivial to find such storage from NCI

● Minimize:
– Moving data around
– Keeping multiple copies indefinitely



  

Data

● Delivery
● Storage
● Processing

● Data are typically tab-delimited text files, so Excel 
can be useful for examining individual small files

● Generally, command-line tools needed
● MacOS and linux only supported operating 

systems, but Windows might work....
● Some analyses (snpdiff) require large memory



  

Directory Structure



  

Data Summary

● Pause to look at data summaries....



  

Workflows

● Tumor/Normal
● Copy Number
● Structural Variation
● Annotated Somatic Variants

● Germline
● List of annotated genotypes per individual, 

summarized into a single file that can be used for 
filtering



  

Tools

● Cgatools
● Supported by Complete Genomics
● Runs on linux and MacOS
● Open Source

● Complete Genomics Toolkit (cgent)
● Written in python
● Does mainly file manipulation to enable 

visualization and interesting analyses

● Samtools, circos, annovar



  

Cgatools



  

cgent



  

Germline Workflow



  

Germline Workflow

● Output
● Future directions

● Be “smarter” about inheritance framework
● Further refinements of comparison to other data 

types (exomes, snp arrays, RNA-seq)



  

Tumor/Normal Workflow



  



  



  

Tumor/Normal Workflow

● Text output example
● Future work

● improve resolution of copy number (currently 100k)
● Somatic variation list completion
● Structural variation impact

– Gene fusions
– Overlap regulatory regions
– Agreement with RNA-seq or mate-pair sequencing on 

Illumina



  



  



  



  

Open Discussion

● Storage
● Quality of data
● Pragmatic questions

● Whole-genome sequencing?
● Benefits of CGI versus Illumina?

● ….


	Slide 1
	Slide 2
	Slide 3
	Slide 4
	Slide 5
	Slide 6
	Slide 7
	Slide 8
	Slide 9
	Slide 10
	Slide 11
	Slide 12
	Slide 13
	Slide 14
	Slide 15
	Slide 16
	Slide 17
	Slide 18
	Slide 19
	Slide 20
	Slide 21
	Slide 22
	Slide 23

